
Appendix e-6: Complete search strategy 

 

The search strategy below was used for MEDLINE, EMBASE, and SCOPUS. A search of 

Web of Science did not yield any additional articles. 

 

Ovid MEDLINE(R) 1950 to October Week 3 2010 # Searches Results Search Type 1  

muscular dystrophies/cn or (muscular dystrophies/ and congenit*.mp.) [mp=title, original title, 

abstract, name of substance word, subject heading word, unique identifier] 1318 Advanced 2  

muscular dystrophies/di, ep, ge, pa, cl, co, pp, me, eh 9352 Advanced 3  

muscular diseases/cn, co, pa, ge and bethlem*.mp. [mp=title, original title, abstract, name of 

substance word, subject heading word, unique identifier] 32 Advanced 4  

(sclerotonic* or ullrich* or (walker adj warburg) or bethlem* or fukuyama or (muscle adj eye adj 

brain) or (rigid* adj4 (spine or spinal)) or lgmd2* or mdc1*).mp. [mp=title, original title, 

abstract, name of substance word, subject heading word, unique identifier] 2315 Advanced 5  

(2 or muscular dystrophies/cn or muscular dystrophies, limb girdle/) and 4 846 Advanced 6  

2 or muscular dystrophies/cn or muscular dystrophies, limb girdle/ 9726 Advanced 7  

brain/ab, pa or cognition disorders/ep, ge, pa or nervous system malformations/ or mental 

retardation/ge, pa, pp or abnormalities, multiple.mp. or eye abnormalities/ or muscle, skeletal/pa, 

ul or spinal diseases/et, pa, ge or muscle weakness.mp. or mobility limitation/ or atrophy/ or 

motor activity/ [mp=title, original title, abstract, name of substance word, subject heading word, 

unique identifier] 222361 Advanced 8  

6 and 7 1363 Advanced 9  

dystropglycans/me, df, ge or laminin/df, ge or n-acetylglucosaminyltransferases/ge or collagen 

type vi/ge or collagen diseases/co, ge, pa or selenoproteins.mp. or collagen type xi.mp. or 

creatine kinase/bl, an or glycosylation.mp. or fktn protein, human/ or lamin type a/ge or 

integrints/df, ge or integrin alpha chains/ge, df or merosin.mp. [mp=title, original title, abstract, 

name of substance word, subject heading word, unique identifier] 58634 Advanced 10  

6 and 9 1245 Advanced 11  

exp imaging, diagnostic/ or exp geographic locations/ or physical examination/ 4116808 

Advanced 12  

biopsy/ or exp molecular diagnosis techniques/ or genetic testing/ or genetic counseling/ or exp 

genetic tecniques/ or predictive value of tests/ or exp polymerase chain reaction/ or exp nucleic 

amplification techniques/ or exp dna probes/ or mutation/ or point mutation/ 922007 Advanced 

13  

molecular sequence data/ or diagnosis, differential/ or exp sequence analysis/ or genotype.mp. or 

phenotype.mp. or "sensitivity and specificity".mp. [mp=title, original title, abstract, name of 

substance word, subject heading word, unique identifier] 1559406 Advanced 14  

exp electromyography/ or exp neural conduction/ 82037 Advanced 15  

6 and (11 or 12 or 13 or 14) 4761 Advanced 16  

exp respiratory insufficiency/ or exp respiratory function tests/ or polysomnography/ or 

tracheostomy/ or exp respiration, artificial/ or exp pneumonia/ or blood gas analysis/ 314916 

Advanced 17  

exp heart diseases/ or exp heart function tests/ or exp echocardiography/ or exp 

electrocardiography/ 923517 Advanced 18  



scoliosis/ or orthotic devices/ or bracing.mp. or casts, surgical/ or contracture*.mp. or (growing 

adj2 rods).mp. [mp=title, original title, abstract, name of substance word, subject heading word, 

unique identifier] 41062 Advanced 19  

exp nutritional support/ or gastrostomy.mp. or body mass index/ or body composition/ or wound 

healing/ or preoperative care/ [mp=title, original title, abstract, name of substance word, subject 

heading word, unique identifier] 216839 Advanced 20  

exp cognition disorders/ or exp child behavior disorders/ or exp child development disorders, 

pervasive/ or exp developmental disabilities/ or exp learning disorders/ or exp mental disorders/ 

or exp motor skills disorders/ or exp seizures/ 829583 Advanced 21  

(1 or 3 or 4) and (7 or 9) 1149 Advanced 22  

exp geographic locations/ or cohort*.mp. or population*.mp. or retrospective*.mp. or 

prospective*.mp. or eh.fs. or exp ethnic groups/ or exp continental population groups/ or 

incidence.mp. or prevalence.mp. or distribution, population.mp. or epidemiol*.mp. [mp=title, 

original title, abstract, name of substance word, subject heading word, unique identifier] 4254324 

Advanced 23  

(1 or 3 or 4) and (15 or 16 or 17 or 18 or 19 or 20) 1402 Advanced 24  

(21 or 23) and (2 or 22) 1318 Advanced 25  

limit 24 to humans 1283 Advanced 26  

23 and (case reports or multicenter study or comparative study or meta-analysis or review).pt. 

696 Advanced 27  

23 and (cn.fs. or congenit*.mp. or infancy.mp. or infant/ or infant, newborn/ or child/ or child, 

preschool/) [mp=title, original title, abstract, name of substance word, subject heading word, 

unique identifier] 1133 Advanced 28  

26 or 27 1249 Advanced 29  

limit 28 to humans 1222 Advanced  

  



Ovid MEDLINE(R) 1946 to May Week 4 2012 

# Searches Results 
Search 

Type 

1 muscular dystrophies/cn or (muscular dystrophies/ and congenit*.mp.) 1421  Advanced 

2 muscular dystrophies/di, ep, ge, pa, cl, co, pp, me, eh 9723  Advanced 

3 

muscular diseases/cn, co, pa, ge and bethlem*.mp. [mp=title, abstract, 

original title, name of substance word, subject heading word, protocol 

supplementary concept, rare disease supplementary concept, unique 

identifier] 

43  Advanced 

4 

(sclerotonic* or ullrich* or (walker adj warburg) or bethlem* or 

fukuyama or (muscle adj eye adj brain) or (rigid* adj4 (spine or 

spinal)) or lgmd2* or mdc1*).mp. [mp=title, abstract, original title, 

name of substance word, subject heading word, protocol 

supplementary concept, rare disease supplementary concept, unique 

identifier] 

2588  Advanced 

5 
(2 or muscular dystrophies/cn or muscular dystrophies, limb girdle/) 

and 4 
976  Advanced 

6 2 or muscular dystrophies/cn or muscular dystrophies, limb girdle/ 10222  Advanced 

7 

brain/ab, pa or cognition disorders/ep, ge, pa or nervous system 

malformations/ or mental retardation/ge, pa, pp or abnormalities, 

multiple.mp. or eye abnormalities/ or muscle, skeletal/pa, ul or spinal 

diseases/et, pa, ge or muscle weakness.mp. or mobility limitation/ or 

atrophy/ or motor activity/ [mp=title, abstract, original title, name of 

substance word, subject heading word, protocol supplementary 

concept, rare disease supplementary concept, unique identifier] 

239544  Advanced 

8 6 and 7 1531  Advanced 

9 

dystropglycans/me, df, ge or laminin/df, ge or n-

acetylglucosaminyltransferases/ge or collagen type vi/ge or collagen 

diseases/co, ge, pa or selenoproteins.mp. or collagen type xi.mp. or 

creatine kinase/bl, an or glycosylation.mp. or fktn protein, human/ or 

lamin type a/ge or integrints/df, ge or integrin alpha chains/ge, df or 

merosin.mp. [mp=title, abstract, original title, name of substance 

word, subject heading word, protocol supplementary concept, rare 

disease supplementary concept, unique identifier] 

61976  Advanced 

10 6 and 9 1345  Advanced 

11 
exp imaging, diagnostic/ or exp geographic locations/ or physical 

examination/ 
4431128  Advanced 

12 
biopsy/ or exp molecular diagnosis techniques/ or genetic testing/ or 

genetic counseling/ or exp genetic tecniques/ or predictive value of 
983180  Advanced 



tests/ or exp polymerase chain reaction/ or exp nucleic amplification 

techniques/ or exp dna probes/ or mutation/ or point mutation/ 

13 

molecular sequence data/ or diagnosis, differential/ or exp sequence 

analysis/ or genotype.mp. or phenotype.mp. or "sensitivity and 

specificity".mp. [mp=title, abstract, original title, name of substance 

word, subject heading word, protocol supplementary concept, rare 

disease supplementary concept, unique identifier] 

1645580  Advanced 

14 exp electromyography/ or exp neural conduction/ 85300  Advanced 

15 6 and (11 or 12 or 13 or 14) 5086  Advanced 

16 

exp respiratory insufficiency/ or exp respiratory function tests/ or 

polysomnography/ or tracheostomy/ or exp respiration, artificial/ or 

exp pneumonia/ or blood gas analysis/ 

331674  Advanced 

17 
exp heart diseases/ or exp heart function tests/ or exp 

echocardiography/ or exp electrocardiography/ 
983318  Advanced 

18 

scoliosis/ or orthotic devices/ or bracing.mp. or casts, surgical/ or 

contracture*.mp. or (growing adj2 rods).mp. [mp=title, abstract, 

original title, name of substance word, subject heading word, protocol 

supplementary concept, rare disease supplementary concept, unique 

identifier] 

43764  Advanced 

19 

exp nutritional support/ or gastrostomy.mp. or body mass index/ or 

body composition/ or wound healing/ or preoperative care/ [mp=title, 

abstract, original title, name of substance word, subject heading word, 

protocol supplementary concept, rare disease supplementary concept, 

unique identifier] 

236868  Advanced 

20 

exp cognition disorders/ or exp child behavior disorders/ or exp child 

development disorders, pervasive/ or exp developmental disabilities/ 

or exp learning disorders/ or exp mental disorders/ or exp motor skills 

disorders/ or exp seizures/ 

889997  Advanced 

21 (1 or 3 or 4) and (7 or 9) 1294  Advanced 

22 

exp geographic locations/ or cohort*.mp. or population*.mp. or 

retrospective*.mp. or prospective*.mp. or eh.fs. or exp ethnic groups/ 

or exp continental population groups/ or incidence.mp. or 

prevalence.mp. or distribution, population.mp. or epidemiol*.mp. 

[mp=title, abstract, original title, name of substance word, subject 

heading word, protocol supplementary concept, rare disease 

supplementary concept, unique identifier] 

4614944  Advanced 

23 (1 or 3 or 4) and (15 or 16 or 17 or 18 or 19 or 20) 1809  Advanced 

24 (21 or 23) and (2 or 22) 1487  Advanced 

25 limit 24 to humans 1437  Advanced 



26 
23 and (case reports or multicenter study or comparative study or 

meta-analysis or review).pt. 
871  Advanced 

27 

23 and (cn.fs. or congenit*.mp. or infancy.mp. or infant/ or infant, 

newborn/ or child/ or child, preschool/) [mp=title, abstract, original 

title, name of substance word, subject heading word, protocol 

supplementary concept, rare disease supplementary concept, unique 

identifier] 

1368  Advanced 

28 26 or 27 1558  Advanced 

29 limit 28 to humans 1495  Advanced 

30 limit 29 to yr="1950 - 2010" 1429  Advanced 

31 muscular dystrophies/cn or (muscular dystrophies/ and congenit*.mp.) 1421  Advanced 

32 muscular dystrophies/di, ep, ge, pa, cl, co, pp, me, eh 9723  Advanced 

33 

muscular diseases/cn, co, pa, ge and bethlem*.mp. [mp=title, abstract, 

original title, name of substance word, subject heading word, protocol 

supplementary concept, rare disease supplementary concept, unique 

identifier] 

43  Advanced 

34 

(sclerotonic* or ullrich* or (walker adj warburg) or bethlem* or 

fukuyama or (muscle adj eye adj brain) or (rigid* adj4 (spine or 

spinal)) or lgmd2* or mdc1*).mp. [mp=title, abstract, original title, 

name of substance word, subject heading word, protocol 

supplementary concept, rare disease supplementary concept, unique 

identifier] 

2588  Advanced 

35 
(32 or muscular dystrophies/cn or muscular dystrophies, limb girdle/) 

and 34 
976  Advanced 

36 32 or muscular dystrophies/cn or muscular dystrophies, limb girdle/ 10222  Advanced 

37 

brain/ab, pa or cognition disorders/ep, ge, pa or nervous system 

malformations/ or mental retardation/ge, pa, pp or abnormalities, 

multiple.mp. or eye abnormalities/ or muscle, skeletal/pa, ul or spinal 

diseases/et, pa, ge or muscle weakness.mp. or mobility limitation/ or 

atrophy/ or motor activity/ [mp=title, abstract, original title, name of 

substance word, subject heading word, protocol supplementary 

concept, rare disease supplementary concept, unique identifier] 

239544  Advanced 

38 36 and 37 1531  Advanced 

39 

dystroglycans/me, df, ge or laminin/df, ge or n-

acetylglucosaminyltransferases/ge or collagen type vi/ge or collagen 

diseases/co, ge, pa or selenoproteins.mp. or collagen type xi.mp. or 

creatine kinase/bl, an or glycosylation.mp. or fktn protein, human/ or 

lamin type a/ge or integrints/df, ge or integrin alpha chains/ge, df or 

merosin.mp. [mp=title, abstract, original title, name of substance 

62221  Advanced 



word, subject heading word, protocol supplementary concept, rare 

disease supplementary concept, unique identifier] 

40 36 and 39 1376  Advanced 

41 
exp imaging, diagnostic/ or exp geographic locations/ or physical 

examination/ 
4431128  Advanced 

42 

biopsy/ or exp molecular diagnosis techniques/ or genetic testing/ or 

genetic counseling/ or exp genetic tecniques/ or predictive value of 

tests/ or exp polymerase chain reaction/ or exp nucleic amplification 

techniques/ or exp dna probes/ or mutation/ or point mutation/ 

983180  Advanced 

43 

molecular sequence data/ or diagnosis, differential/ or exp sequence 

analysis/ or genotype.mp. or phenotype.mp. or "sensitivity and 

specificity".mp. [mp=title, abstract, original title, name of substance 

word, subject heading word, protocol supplementary concept, rare 

disease supplementary concept, unique identifier] 

1645580  Advanced 

44 exp electromyography/ or exp neural conduction/ 85300  Advanced 

45 36 and (41 or 42 or 43 or 44) 5086  Advanced 

46 

exp respiratory insufficiency/ or exp respiratory function tests/ or 

polysomnography/ or tracheostomy/ or exp respiration, artificial/ or 

exp pneumonia/ or blood gas analysis/ 

331674  Advanced 

47 
exp heart diseases/ or exp heart function tests/ or exp 

echocardiography/ or exp electrocardiography/ 
983318  Advanced 

48 

scoliosis/ or orthotic devices/ or bracing.mp. or casts, surgical/ or 

contracture*.mp. or (growing adj2 rods).mp. [mp=title, abstract, 

original title, name of substance word, subject heading word, protocol 

supplementary concept, rare disease supplementary concept, unique 

identifier] 

43764  Advanced 

49 

exp nutritional support/ or gastrostomy.mp. or body mass index/ or 

body composition/ or wound healing/ or preoperative care/ [mp=title, 

abstract, original title, name of substance word, subject heading word, 

protocol supplementary concept, rare disease supplementary concept, 

unique identifier] 

236868  Advanced 

50 

exp cognition disorders/ or exp child behavior disorders/ or exp child 

development disorders, pervasive/ or exp developmental disabilities/ 

or exp learning disorders/ or exp mental disorders/ or exp motor skills 

disorders/ or exp seizures/ 

889997  Advanced 

51 (31 or 33 or 34) and (37 or 39) 1306  Advanced 

52 

exp geographic locations/ or cohort*.mp. or population*.mp. or 

retrospective*.mp. or prospective*.mp. or eh.fs. or exp ethnic groups/ 

or exp continental population groups/ or incidence.mp. or 

prevalence.mp. or distribution, population.mp. or epidemiol*.mp. 

4614944  Advanced 



[mp=title, abstract, original title, name of substance word, subject 

heading word, protocol supplementary concept, rare disease 

supplementary concept, unique identifier] 

53 (31 or 33 or 34) and (45 or 46 or 47 or 48 or 49 or 50) 1809  Advanced 

54 (51 or 53) and (32 or 52) 1491  Advanced 

55 limit 54 to humans 1440  Advanced 

56 
53 and (case reports or multicenter study or comparative study or 

meta-analysis or review).pt. 
871  Advanced 

57 

53 and (cn.fs. or congenit*.mp. or infancy.mp. or infant/ or infant, 

newborn/ or child/ or child, preschool/) [mp=title, abstract, original 

title, name of substance word, subject heading word, protocol 

supplementary concept, rare disease supplementary concept, unique 

identifier] 

1368  Advanced 

58 56 or 57 1558  Advanced 

59 limit 58 to humans 1495  Advanced 

60 limit 59 to yr="1950 - 2010" 1429  Advanced 

61 30 or 60 1429  Advanced 

62 53 not 30 380  Advanced 

63 limit 62 to yr="1950 - 2010" 290  Advanced 

64 exp animals/ not (exp animals/ and exp humans/) 3719875  Advanced 

65 63 not 64 260  Advanced 
 

 

 

 

 

 
  



 

Ovid MEDLINE(R) 1946 to May Week 4 2012 

# Searches Results Search Type 

1 Muscular Dystrophies/ 12556  Advanced 

2 Muscular Dystrophies, Limb-Girdle/ 457  Advanced 

3 Myositis/ 6357  Advanced 

4 Cobblestone Lissencephaly/ 12  Advanced 

5 Lissencephaly/ 93  Advanced 

6 Walker-Warburg Syndrome/ 24  Advanced 

7 ullrich*.mp. 620  Advanced 

8 bethlem*.mp. 182  Advanced 

9 fukuyama*.mp. 509  Advanced 

10 (walker adj2 warburg*).mp. 288  Advanced 

11 LGMD*.mp. 711  Advanced 

12 WWS.mp. 125  Advanced 

13 UCMD.mp. 51  Advanced 

14 FCMD.mp. 201  Advanced 

15 or/1-14 20096  Advanced 

16 exp Respiratory Insufficiency/ 48194  Advanced 

17 exp Pneumonia/ 68183  Advanced 

18 Hypercapnia/ 6849  Advanced 

19 Respiratory Tract Infections/ 28906  Advanced 

20 exp Respiratory Function Tests/ 183159  Advanced 

21 Polysomnography/ 11874  Advanced 

22 exp Blood Gas Analysis/ 28556  Advanced 

23 ((respirat* or pulmonar*) adj2 complicat*).mp. 10255  Advanced 

24 (nocturn* adj2 hypercapn*).mp. 30  Advanced 

25 FVC.mp. 7499  Advanced 

26 (MIP or MEP).mp. 11690  Advanced 

27 or/16-26 345591  Advanced 

28 Scoliosis/ 12859  Advanced 

29 exp Contracture/ 8653  Advanced 

30 Orthotic Devices/ 4585  Advanced 



31 Braces/ 4164  Advanced 

32 Casts, Surgical/ 7577  Advanced 

33 (growing adj2 rods).mp. 44  Advanced 

34 or/28-33 35326  Advanced 

35 Gastrostomy/ 5902  Advanced 

36 exp Nutritional Support/ 35286  Advanced 

37 body mass index/ 64670  Advanced 

38 Body Composition/ 28033  Advanced 

39 Wound Healing/ 63511  Advanced 

40 Preoperative Care/ 47428  Advanced 

41 or/35-40 235166  Advanced 

42 exp Heart Diseases/ 820081  Advanced 

43 exp Heart Function Tests/ 425752  Advanced 

44 (cardiac* adj2 (disease? or complicat*)).mp. 18438  Advanced 

45 or/42-44 988679  Advanced 

46 exp Central Nervous System Diseases/ 1037336  Advanced 

47 Seizures/ 38283  Advanced 

48 Mental Disorders/ 111371  Advanced 

49 exp Cognition Disorders/ 51847  Advanced 

50 Child Behavior Disorders/ 17277  Advanced 

51 Developmental Disabilities/ 12931  Advanced 

52 exp Child Development Disorders, Pervasive/ 16877  Advanced 

53 exp Learning Disorders/ 17617  Advanced 

54 Motor Skills Disorders/ 1736  Advanced 

55 or/46-54 1210558  Advanced 

56 or/27,34,41,45,55 2641684  Advanced 

57 15 and 56 3685  Advanced 

58 exp animals/ not (exp animals/ and exp humans/) 3719875  Advanced 

59 57 not 58 3571  Advanced 

60 limit 59 to yr="2010 -Current" 154  Advanced 
 

 

 

  



Ovid MEDLINE(R) 1946 to May Week 5 2012 

# Searches Results Search Type 

1 muscular dystrophies/cn or (muscular dystrophies/ and 

congenit*.mp.) 

1428 Advanced 

2 muscular dystrophies/di, ep, ge, pa, cl, co, pp, me, eh 9769 Advanced 

3 muscular diseases/cn, co, pa, ge and bethlem*.mp. 

[mp=title, abstract, original title, name of substance word, 

subject heading word, protocol supplementary concept, rare 

disease supplementary concept, unique identifier] 

43 Advanced 

4 (sclerotonic* or ullrich* or (walker adj warburg) or 

bethlem* or fukuyama or (muscle adj eye adj brain) or 

(rigid* adj4 (spine or spinal)) or lgmd2* or mdc1*).mp. 

[mp=title, abstract, original title, name of substance word, 

subject heading word, protocol supplementary concept, rare 

disease supplementary concept, unique identifier] 

2601 Advanced 

5 (2 or muscular dystrophies/cn or muscular dystrophies, limb 

girdle/) and 4 

979 Advanced 

6 2 or muscular dystrophies/cn or muscular dystrophies, limb 

girdle/ 

10272 Advanced 

7 brain/ab, pa or cognition disorders/ep, ge, pa or nervous 

system malformations/ or mental retardation/ge, pa, pp or 

abnormalities, multiple.mp. or eye abnormalities/ or muscle, 

skeletal/pa, ul or spinal diseases/et, pa, ge or muscle 

weakness.mp. or mobility limitation/ or atrophy/ or motor 

activity/ [mp=title, abstract, original title, name of substance 

word, subject heading word, protocol supplementary 

concept, rare disease supplementary concept, unique 

identifier] 

240633 Advanced 

8 6 and 7 1538 Advanced 

9 dystropglycans/me, df, ge or laminin/df, ge or n-

acetylglucosaminyltransferases/ge or collagen type vi/ge or 

collagen diseases/co, ge, pa or selenoproteins.mp. or 

collagen type xi.mp. or creatine kinase/bl, an or 

glycosylation.mp. or fktn protein, human/ or lamin type a/ge 

or integrints/df, ge or integrin alpha chains/ge, df or 

merosin.mp. [mp=title, abstract, original title, name of 

substance word, subject heading word, protocol 

supplementary concept, rare disease supplementary concept, 

unique identifier] 

62230 Advanced 

10 6 and 9 1352 Advanced 

11 exp imaging, diagnostic/ or exp geographic locations/ or 

physical examination/ 

4444400 Advanced 

12 biopsy/ or exp molecular diagnosis techniques/ or genetic 

testing/ or genetic counseling/ or exp genetic tecniques/ or 

predictive value of tests/ or exp polymerase chain reaction/ 

988161 Advanced 



or exp nucleic amplification techniques/ or exp dna probes/ 

or mutation/ or point mutation/ 

13 molecular sequence data/ or diagnosis, differential/ or exp 

sequence analysis/ or genotype.mp. or phenotype.mp. or 

"sensitivity and specificity".mp. [mp=title, abstract, original 

title, name of substance word, subject heading word, 

protocol supplementary concept, rare disease supplementary 

concept, unique identifier] 

1652778 Advanced 

14 exp electromyography/ or exp neural conduction/ 85680 Advanced 

15 6 and (11 or 12 or 13 or 14) 5119 Advanced 

16 exp respiratory insufficiency/ or exp respiratory function 

tests/ or polysomnography/ or tracheostomy/ or exp 

respiration, artificial/ or exp pneumonia/ or blood gas 

analysis/ 

332422 Advanced 

17 exp heart diseases/ or exp heart function tests/ or exp 

echocardiography/ or exp electrocardiography/ 

985343 Advanced 

18 scoliosis/ or orthotic devices/ or bracing.mp. or casts, 

surgical/ or contracture*.mp. or (growing adj2 rods).mp. 

[mp=title, abstract, original title, name of substance word, 

subject heading word, protocol supplementary concept, rare 

disease supplementary concept, unique identifier] 

43851 Advanced 

19 exp nutritional support/ or gastrostomy.mp. or body mass 

index/ or body composition/ or wound healing/ or 

preoperative care/ [mp=title, abstract, original title, name of 

substance word, subject heading word, protocol 

supplementary concept, rare disease supplementary concept, 

unique identifier] 

237673 Advanced 

20 exp cognition disorders/ or exp child behavior disorders/ or 

exp child development disorders, pervasive/ or exp 

developmental disabilities/ or exp learning disorders/ or exp 

mental disorders/ or exp motor skills disorders/ or exp 

seizures/ 

893112 Advanced 

21 (1 or 3 or 4) and (7 or 9) 1300 Advanced 

22 exp geographic locations/ or cohort*.mp. or 

population*.mp. or retrospective*.mp. or prospective*.mp. 

or eh.fs. or exp ethnic groups/ or exp continental population 

groups/ or incidence.mp. or prevalence.mp. or distribution, 

population.mp. or epidemiol*.mp. [mp=title, abstract, 

original title, name of substance word, subject heading 

word, protocol supplementary concept, rare disease 

supplementary concept, unique identifier] 

4630661 Advanced 

23 (1 or 3 or 4) and (15 or 16 or 17 or 18 or 19 or 20) 1818 Advanced 

24 (21 or 23) and (2 or 22) 1493 Advanced 

25 limit 24 to humans 1443 Advanced 

26 23 and (case reports or multicenter study or comparative 874 Advanced 



study or meta-analysis or review).pt. 

27 23 and (cn.fs. or congenit*.mp. or infancy.mp. or infant/ or 

infant, newborn/ or child/ or child, preschool/) [mp=title, 

abstract, original title, name of substance word, subject 

heading word, protocol supplementary concept, rare disease 

supplementary concept, unique identifier] 

1374 Advanced 

28 26 or 27 1565 Advanced 

29 limit 28 to humans 1502 Advanced 

30 limit 29 to yr="2010 -Current" 126 Advanced 
 

 

 

  



Embase 1974 to 2012 August 02 
 

# Searches Results Search Type 

1 muscular dystrophy/cn [Congenital Disorder] 1312 Advanced 

2 muscular dystrophies/ and congenit*.mp. 1948 Advanced 

3 muscular dystrophy/co, di, ep [Complication, Diagnosis, 

Epidemiology] 

2621 Advanced 

4 muscle disease/co, cn [Complication, Congenital Disorder] 1606 Advanced 

5 muscle disease/co, cn and bethlem*.mp. 5 Advanced 

6 sclerotonic*.mp. 0 Advanced 

7 ullrich*.mp. 767 Advanced 

8 Walker-Warburg Syndrome/ 348 Advanced 

9 (walker adj warburg).mp. 484 Advanced 

10 bethlem*.mp. 255 Advanced 

11 Fukuyama congenital muscular dystrophy/ 218 Advanced 

12 fukuyama.mp. 691 Advanced 

13 (muscle adj eye adj brain).mp. 402 Advanced 

14 ((rigid* adj4 (spine or spinal)) or lgmd2* or mdc1*).mp. 1713 Advanced 

15 or/6-14 3808 Advanced 

16 (3 or muscular dystrophies/cn or limb girdle muscular 

dystrophy/) and 15 

932 Advanced 

17 3 or muscular dystrophies/cn or limb girdle muscular 

dystrophy/ 

4952 Advanced 

18 brain/pa 0 Advanced 

19 brain/ 249873 Advanced 

20 cognitive defect/ep [Epidemiology] 2765 Advanced 

21 nervous system malformation/ 641 Advanced 

22 mental deficiency/ 59009 Advanced 

23 mental retardation/pa 0 Advanced 

24 multiple malformation syndrome/ 13753 Advanced 

25 abnormalities, multiple.mp. 147 Advanced 

26 eye malformation/ 4594 Advanced 

27 skeletal muscle/ 71387 Advanced 

28 spine disease/et [Etiology] 1439 Advanced 

29 muscle weakness/et [Etiology] 1611 Advanced 

30 walking difficulty/ 3524 Advanced 

31 atrophy/ 17506 Advanced 

32 motor activity/ 37110 Advanced 

33 or/19-32 451409 Advanced 

34 17 and 33 772 Advanced 

35 dystroglycan/ 1015 Advanced 

36 laminin/ 14973 Advanced 

37 n acetylglucosaminyltransferase/ 1526 Advanced 

38 collagen type 6/ 1310 Advanced 



39 collagen disease/co, cn, et [Complication, Congenital 

Disorder, Etiology] 

1224 Advanced 

40 selenoprotein/ 1497 Advanced 

41 collagen type xi.mp. 55 Advanced 

42 creatine kinase/ 31490 Advanced 

43 glycosylation/ 23321 Advanced 

44 fktn protein human.mp. 4 Advanced 

45 lamin A/ 1819 Advanced 

46 integrin/ 24547 Advanced 

47 alpha integrin/ 749 Advanced 

48 merosin/ 507 Advanced 

49 or/35-48 100274 Advanced 

50 17 and 49 1146 Advanced 

51 diagnostic imaging/ 109569 Advanced 

52 exp geography/ 161215 Advanced 

53 physical examination/ 110751 Advanced 

54 biopsy/ 98271 Advanced 

55 molecular diagnosis/ 2296 Advanced 

56 genetic screening/ 37308 Advanced 

57 genetic counseling/ 19483 Advanced 

58 exp genetic procedures/ 1189612 Advanced 

59 predictive value/ 19829 Advanced 

60 polymerase chain reaction/ 239727 Advanced 

61 nucleic acid amplification/ 3936 Advanced 

62 DNA probe/ 20603 Advanced 

63 mutation/ 149419 Advanced 

64 point mutation/ 35849 Advanced 

65 molecular genetics/ 143967 Advanced 

66 differential diagnosis/ 296594 Advanced 

67 sequence analysis/ 89710 Advanced 

68 exp phenotype/ 266506 Advanced 

69 exp genotype/ 227424 Advanced 

70 "sensitivity and specificity"/ 172371 Advanced 

71 electromyography/ 60475 Advanced 

72 exp nerve conduction/ 46132 Advanced 

73 or/51-72 2795078 Advanced 

74 17 and 73 2327 Advanced 

75 exp respiratory failure/ 54275 Advanced 

76 exp lung function test/ 64078 Advanced 

77 polysomnography/ 16977 Advanced 

78 tracheostomy/ 11302 Advanced 

79 exp artificial ventilation/ 105757 Advanced 

80 exp pneumonia/ 169114 Advanced 



81 exp blood gas analysis/ 18169 Advanced 

82 exp heart disease/ 1198475 Advanced 

83 exp heart function test/ 23597 Advanced 

84 exp echocardiography/ 169355 Advanced 

85 exp electrocardiography/ 150776 Advanced 

86 scoliosis/ 15871 Advanced 

87 orthotics/ 3222 Advanced 

88 brace/ 5790 Advanced 

89 plaster cast/ 7615 Advanced 

90 exp contracture/ 15040 Advanced 

91 (growing adj2 rods).mp. 62 Advanced 

92 nutritional support/ 11816 Advanced 

93 gastrostomy/ 6681 Advanced 

94 body composition/ 30392 Advanced 

95 body mass/ 140076 Advanced 

96 wound healing/ 73081 Advanced 

97 preoperative care/ 33378 Advanced 

98 cognitive defect/ 79406 Advanced 

99 exp behavior disorder/ 383512 Advanced 

100 developmental disorder/ 22840 Advanced 

101 exp autism/ 30376 Advanced 

102 exp learning disorder/ 23375 Advanced 

103 exp mental disease/ 1480811 Advanced 

104 exp psychomotor disorder/ 46980 Advanced 

105 seizure/ 84861 Advanced 

106 or/74-105 3390835 Advanced 

107 1 or 2 or 5 or 15 5433 Advanced 

108 106 and 107 1944 Advanced 

109 exp geography/ 161215 Advanced 

110 cohort*.mp. 317932 Advanced 

111 population*.mp. 1309524 Advanced 

112 retrospective*.mp. 517132 Advanced 

113 prospective*.mp. 537201 Advanced 

114 exp ethnic group/ 165531 Advanced 

115 exp race/ 117467 Advanced 

116 incidence.mp. 674908 Advanced 

117 prevalence.mp. 506472 Advanced 

118 distribution, population.mp. 46 Advanced 

119 epidemiol*.mp. 475407 Advanced 

120 or/109-119 3457273 Advanced 

121 1 or 2 or 3 or 5 or 15 7370 Advanced 

122 33 or 49 547891 Advanced 

123 121 and 122 2066 Advanced 



124 123 or 108 3194 Advanced 

125 3 or 120 3459640 Advanced 

126 124 and 125 1247 Advanced 

127 limit 126 to human 1145 Advanced 

128 multicenter study.pt. 0 Advanced 

129 case report.pt. 0 Advanced 

130 comparative study.pt. 0 Advanced 

131 meta-analysis.pt. 0 Advanced 

132 review.pt. 1881531 Advanced 

133 124 and 132 453 Advanced 

134 108 and (case reports or multicenter study or comparative 

study or meta-analysis or review).mp. 

405 Advanced 

135 cn.fs. 192242 Advanced 

136 congenit*.mp. 397604 Advanced 

137 infancy.mp. 55549 Advanced 

138 infant/ 504091 Advanced 

139 newborn/ 471458 Advanced 

140 child/ 1207746 Advanced 

141 preschool child/ 478112 Advanced 

142 or/135-141 2211769 Advanced 

143 108 and 142 1496 Advanced 

144 134 or 143 1559 Advanced 

145 limit 144 to human 1363 Advanced 

146 (2010* or 2011* or 2012*).em. 2758882 Advanced 

147 145 and 146 190 Advanced 

148 limit 145 to yr="2010 - current" 179 Advanced 

149 147 or 148 195 Advanced 

 

 

 

 

 

 

 

 

 

  



Scopus search. 

 

((((TITLE-ABS-KEY(muscular dystrophies AND congenit*) AND DOCTYPE(ar OR re) AND 

SUBJAREA(mult OR arts OR busi OR deci OR econ OR psyc OR soci) AND PUBYEAR > 

2009) OR (TITLE-ABS-KEY(muscular diseases AND bethlem*) AND DOCTYPE(ar OR re) 

AND SUBJAREA(mult OR arts OR busi OR deci OR econ OR psyc OR soci) AND PUBYEAR 

> 2009) OR (TITLE-ABS-KEY((sclerotonic* OR ullrich* OR (walker W/1 warburg) OR 

bethlem* OR fukuyama OR (muscle W/1 eye W/1 brain) OR (rigid* W/4 (spine OR spinal)) OR 

lgmd2* OR mdc1*)) AND DOCTYPE(ar OR re) AND SUBJAREA(mult OR arts OR busi OR 

deci OR econ OR psyc OR soci) AND PUBYEAR > 2009)) AND (((TITLE-ABS-KEY(brain 

OR "cognition disorders" OR "nervous system malformations" OR "mental retardation" OR 

"abnormalities,multiple" OR "eye abnormalities" OR "muscle skeletal" OR "spinal diseases" OR 

"muscle weakness") AND DOCTYPE(ar OR re) AND SUBJAREA(mult OR arts OR busi OR 

deci OR econ OR psyc OR soci) AND PUBYEAR > 2009) OR (TITLE-ABS-KEY("mobility 

limitation" OR atrophy OR "motor activity") AND DOCTYPE(ar OR re) AND 

SUBJAREA(mult OR arts OR busi OR deci OR econ OR psyc OR soci) AND PUBYEAR > 

2009)) OR ((TITLE-ABS-KEY(dystroglycans OR laminin OR "n acetylglucosaminyl 

transferases" OR "collagen type vi" OR "collagen diseases" OR selenoproteins OR "collagen 

type xi" OR "creatine kinase" OR glycosylation OR "fktn protein human") AND DOCTYPE(ar 

OR re) AND SUBJAREA(mult OR arts OR busi OR deci OR econ OR psyc OR soci) AND 

PUBYEAR > 2009) OR (TITLE-ABS-KEY("lamin type a" OR integrins OR "integrin alpha 

chains" OR merosin) AND DOCTYPE(ar OR re) AND SUBJAREA(mult OR arts OR busi OR 

deci OR econ OR psyc OR soci) AND PUBYEAR > 2009))))) OR ((((TITLE-ABS-

KEY(muscular dystrophies OR limb girdle) AND DOCTYPE(ar OR re) AND SUBJAREA(mult 

OR arts OR busi OR deci OR econ OR psyc OR soci) AND PUBYEAR > 2009) AND ((TITLE-

ABS-KEY("imaging diagnostic" OR "geographic locations" OR "physical examination") AND 

DOCTYPE(ar OR re) AND SUBJAREA(mult OR arts OR busi OR deci OR econ OR psyc OR 

soci) AND PUBYEAR > 2009) OR (TITLE-ABS-KEY(biopsy OR "molecular diagnosis 

techniques" OR (genetic AND (testing OR counseling OR techniques)) OR "predictive value of 

tests" OR "polymerase chain reaction" OR "nucleic amplification techniques" OR "dna probes" 

OR mutation OR "point mutation") AND DOCTYPE(ar OR re) AND SUBJAREA(mult OR arts 

OR busi OR deci OR econ OR psyc OR soci) AND PUBYEAR > 2009) OR (TITLE-ABS-

KEY("molecular sequence data" OR "diagnosis differential" OR "sequence analysis" OR 

genotype OR phenotype OR "sensitivity and specificity") AND DOCTYPE(ar OR re) AND 

SUBJAREA(mult OR arts OR busi OR deci OR econ OR psyc OR soci) AND PUBYEAR > 

2009) OR (TITLE-ABS-KEY(electromyography OR "neural conduction") AND DOCTYPE(ar 

OR re) AND SUBJAREA(mult OR arts OR busi OR deci OR econ OR psyc OR soci) AND 

PUBYEAR > 2009))) OR (TITLE-ABS-KEY("respiratory insufficiency" OR "respiratory 

function tests" OR polysomnography OR tracheostomy OR "respiration artificial" OR 

pneumonia OR "blood gas analysis") AND DOCTYPE(ar OR re) AND SUBJAREA(mult OR 

arts OR busi OR deci OR econ OR psyc OR soci) AND PUBYEAR > 2009) OR (TITLE-ABS-

KEY("heart diseases" OR "heart function tests" OR echocardiography OR electrocardiography) 

AND DOCTYPE(ar OR re) AND SUBJAREA(mult OR arts OR busi OR deci OR econ OR psyc 

OR soci) AND PUBYEAR > 2009) OR (TITLE-ABS-KEY(scoliosis OR "orthotic devices" OR 

bracing OR "casts surgical" OR contracture* OR (growing W/2 rods)) AND DOCTYPE(ar OR 

re) AND SUBJAREA(mult OR arts OR busi OR deci OR econ OR psyc OR soci) AND 



PUBYEAR > 2009) OR (TITLE-ABS-KEY("nutritional support" OR gastrostomy OR "body 

mass index" OR "body composition" OR "wound healing" OR "preoperative care") AND 

DOCTYPE(ar OR re) AND SUBJAREA(mult OR arts OR busi OR deci OR econ OR psyc OR 

soci) AND PUBYEAR > 2009) OR (TITLE-ABS-KEY("cognition disorders" OR "child 

behavior disorders" OR "child development disorders pervasive" OR "developmental 

disabilities" OR "learning disorders" OR "mental disorders" OR "motor skills disorders" OR 

seizures) AND DOCTYPE(ar OR re) AND SUBJAREA(mult OR arts OR busi OR deci OR 

econ OR psyc OR soci) AND PUBYEAR > 2009)) AND ((TITLE-ABS-KEY(muscular 

dystrophies AND congenit*) AND DOCTYPE(ar OR re) AND SUBJAREA(mult OR arts OR 

busi OR deci OR econ OR psyc OR soci) AND PUBYEAR > 2009) OR (TITLE-ABS-

KEY(muscular diseases AND bethlem*) AND DOCTYPE(ar OR re) AND SUBJAREA(mult 

OR arts OR busi OR deci OR econ OR psyc OR soci) AND PUBYEAR > 2009) OR (TITLE-

ABS-KEY((sclerotonic* OR ullrich* OR (walker W/1 warburg) OR bethlem* OR fukuyama OR 

(muscle W/1 eye W/1 brain) OR (rigid* W/4 (spine OR spinal)) OR lgmd2* OR mdc1*)) AND 

DOCTYPE(ar OR re) AND SUBJAREA(mult OR arts OR busi OR deci OR econ OR psyc OR 

soci) AND PUBYEAR > 2009))) 3 Aug 2012               

Search Results: 10 Records 

 
 

 

 

 

 

 

TITLE-ABS-KEY(muscular dystroph* OR limb-girdle* OR myositis* OR lissencephaly* OR 

(walker W/2 warburg*) OR ullrich* OR bethlem* OR fukuyama* OR lgmd* OR wws OR ucmd 

OR fcmd) AND SUBJAREA(mult OR agri OR bioc OR immu OR neur OR phar OR mult OR 

arts OR busi OR deci OR econ OR psyc OR soci)) AND (TITLE-ABS-KEY(dystroglycan* OR 

laminin* OR "N-Acetylglucosaminyltransferases" OR (collagen W/2 (xi OR vi OR 11 OR 6)) 

OR (creatine W/2 kinase) OR integrin* OR merosin* OR lmna OR (alpha W/2 dystroglycan)) 

AND SUBJAREA(mult OR agri OR bioc OR immu OR neur OR phar OR mult OR arts OR busi 

OR deci OR econ OR psyc OR soci)) AND ((TITLE-ABS-KEY(diagnosis* OR dagnostic* OR 

(clinical W/2 technique*) OR (physical W/2 exam*) OR (muscle W/2 strength*) OR 

electromyograph* OR (neural W/2 conduct*) OR biopsy OR biopsies OR (genetic W/2 

(technique? OR counsel* OR test???)) OR mutation?) OR TITLE-ABS-KEY(mutation? OR 

point mutation? OR dna probe* OR (molecular W/2 data) OR genotype* OR phenotype* OR 

"Sensitivity and Specificity")) AND SUBJAREA(mult OR agri OR bioc OR immu OR neur OR 

phar OR mult OR arts OR busi OR deci OR econ OR psyc OR soci)) AND (LIMIT-

TO(PUBYEAR, 2012) OR LIMIT-TO(PUBYEAR, 2011) OR LIMIT-TO(PUBYEAR, 2010)) 

AND (LIMIT-TO(DOCTYPE, "ar") OR LIMIT-TO(DOCTYPE, "re") OR LIMIT-

TO(DOCTYPE, "le") OR LIMIT-TO(DOCTYPE, "ed")) AND (LIMIT-TO(SRCTYPE, "j"))              

Search Results: 158 Records 

 

While the staff of HealthSearch makes every effort to ensure that the information gathered is 

accurate and up-to-date, HealthSearch disclaims any warranties regarding the accuracy or 

completeness of the information or its fitness for a particular purpose. HealthSearch provides 
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